The patient was referred to our clinic at the age of 15 months because of psychomotor retardation. He was the only child of healthy non-consanguineous parents and was born at term by caesarean section because of primitive metratonia after a normal pregnancy. The mother was 25 and the father 29 years old. Birthweight was 2880 g. The neonatal course was complicated by asphyxia, cyanosis, and difficulty in sucking. His growth and psychomotor development was poor during the first year of life; he first smiled at 7 months and gained control of the head at 13 months. The parents noted hypertonic episodes associated with cyanosis and apnoea lasting a few seconds when the child was 11, 13, and 14 months old. On admission his weight was 9450 g (10th centile), length 74 cm (3rd centile), and head circumference 44 cm (>97th centile). Physical examination (fig 1) showed a large head with frontal bossing, low set ears, hypertelorism and slight epicanthal folds, beak-like nose, chest with ricketsy alterations, undescended testicles palpable in the inguinal region, clinodactyly of the fifth finger, and very short second toes bilaterally. Cases of ring chromosomes of chromosome X and of autosomes are well known, but the ring is usually one of a modal number of 46 chromosomes. Very rarely, mostly in mosaicism, a small ring chromosome is present as a 47th chromosome producing partial trisomy. In the very few cases described7 8 9 the origin of the small ring was not identified and the phenotypes were not similar to our case; therefore, the origin of the ring was probably not the same. Furthermore, agenesis of the corpus callosum was not reported to be present.
Therefore, even if it seems reasonable to attribute the phenotype of our patient to the chromosomal anomaly, it is more likely that the abnormal phenotype and the chromosomal abnormality are coincidental. are associated with agenesis of the corpus callosum. In our case of agenesis of the corpus callosum there was a chromosomal abnormality, but it is the first time that this syndrome has been associated with mosaicism for an extra small ring chromosome.
